References

Aase JM. Dysmorphologic diagnosis for the pediatric practitioner. Ped Clin N Am 1992;
39 (1): 135-57.

Adeyokunnu, AA. Radial aplasia and amegakaryocytic thrombocytopenia (TAR syndrome)
among Nigerian children. Am J Dis Child 1984; 138: 346-348.

Allen DB, Hoffman GL, Fitzpatrick P, Laessig R, Maby S, Slyper A. Improved precision of
newborn screening for congenital adrenal hyperplasia using weight-adjusted criteria for
17-hydroxyprogesterone levels. J Pediatr 1997; 130: 128- 33.

American Cleft Palate-Craniofacial Association. Parameters for evaluation and treatment of
patients with cleft lip/palate or other craniofacial anomalies. Cleft Palate J 1993, 1-25.

American Academy of Pediatrics. The role of the primary care pediatrician in the manage-
ment of high risk newborn infants. Pediatr 1996; 98 (4): 786-8.

American Academy of Pediatrics. General principles in the care of children and adolescents
with genetic disorders and other chronic health conditions. Pediatr 1997; 99: 643-4.

American Academy of Pediatrics. General Principles in the Care of Children with Genetic
Disorders. In: Genetic Disorders and Birth Defects: A Compendium of AAP Guidelines
and Resources for the Primary Care Practitioner. American Academy of Pediatrics, EIk
Grove Village, 1997, pp 1-2.

Aylsworth AS. Medical Genetics Il: Genetic counseling for patients with birth defects. Ped
Clin No Am 1992; 39(2): 229-253.

Azouz EM, Larson EJ, Patel J, Gyepes MT. Beckwith-Wiedemann syndrome: development
of nephroblastoma during the surveillance period. Ped Radiol 1990; 20: 550-552.

Barone MA. The Harriet Lane Handbook: a Manual for House Officers, 14™ Edition,
1996. Mosby, St. Louis, p.255.

Bennett RL, Steinhaus KA, Uhrich SB, O’Sullivan CK, Resta RG, Lochner-Doyle D, Markel
DS, Vincent V, Hamanishi J. Recommendations for standardized human pedigree no-
menclature. Am J Hum Genet 1995; 56:75-752.

Bishop KK. Psychosocial aspects of genetic disorders: implications for practice. Families in
Society: J Contemp Hum Serv 1993; 74(4): 207-212.

Bocian ME, Kaback MM. Cirisis counseling: the newborn infant with a chromosomal
anomaly. Ped Clin No Am 1978; 25 (3): 643-650.

Chavez GF, Cordero JF, Becerra JE, Centers for Disease Control. Leads from the MMWR:
Leading major congenital malformations among minority groups in the United States,
1981-1986. J Amer Med Assn 1989; 261 (2): 205-209.

Chen H. An approach to work-up of dysmorphic patients: clinical, cytogenetic and mo-
lecular aspects. Keio Med J 1994; 43 (2): 98-107.

Christianson RE, van den Berg BJ, Milkovich L, Oechsli FW. Incidence of congenital
anomalies among white and black live births with long term follow-up. Am J Pub
Health 1981; 71 (12): 1333-41.




Cohen MM Jr. Syndromes with cleft lip and cleft palate. Cleft Palate J 1978; 15: 306 ff.

Cunniff CC, Carmack JL, Kirby RS, Fiser DH. Contribution of heritable disorders to
mortality in the pediatric intensive care unit. Pediatr 1995; 95 (5): 678-681.

Davenport SLH. The child with multiple congenital anomalies. Ped Ann 1990; 19 (1): 23-33.

Davis MK, Khoury MJ, Erickson JD. Pregnancy experience after delivery of a child with a
major birth defect: a population study. Pediatr 1995; 95 (1): 59-65.

DiLiberti JH. Use of computers in dysmorphology. J Med Genet 1988; 25 (7): 445-53.
Donnai D. Dysmorphic disorders: an overview. J Inherit Metab Dis 1994; 17: 442-47.

Edmonds L. Personal communication. Birth Defects and Genetic Disease Branch, Centers
for Disease Control, Atlanta. 7/10/97.

Epstein CJ. The new dysmorphology: application of insights from basic developmental
biology to the understanding of human birth defects. Proc Nat Acad Sci 1995; 92:
8566-73.

Evans MJ, Hume RJ, Johnson MP, Treadwell MC, Krivchenia EL, Zador IE, Sokol RJ.
Integration of genetics and ultrasonography in prenatal diagnosis: just looking is not
enough. Am J Obstet Gynecol 1996; 174: 1925-33.

Ekwo EE, Kim JO, Gosselink CA. Parental perceptions of the burden of genetic disease.
Am J Med Genet 1987; 28: 955-963.

Feingold M, Bossert MH. Normal values for selected physical parameters: an aid to syn-
drome delineation. Ed. Bergsma D. Birth Def Orig Art Ser 1974; X (13): 1 - 16.

Frias JL, Carey JC. Mild errors of morphogenesis. Adv Pediatr 1996; 43:27-75.

Gorlin RJ, Cohen MM, Levin LS. Syndromes of the Head and Neck, Third Edition. Ox-
ford University Press, New York, 1990.

Guyer B, Strobino DM, Ventura SJ, Singh GK. Annual summary of vital statistics - 1994.
Pediatr 1995; 96 (6): 1029-39.

Guyer B, Strobino DM, Ventura SJ, MacDorman M, Martin JA. Annual summary of vital
statistics - 1995. Pediatr 1996; 98 (6): 1007-27.

Guyer B, Martin JA, MacDorman M, Anderson RN, Strobino DM. Annual summary of
vital statistics - 1996. Pediatr 1997; 100 (6): 905-918.

Hall BD. The state of the art of dysmorphology. Am J Dis Child 1993; 147: 1184-9.

Hall JG. When a child is born with congenital anomalies. Contemp Ped 1988; August: 78-
87.

Hall JG. The value of the study of natural history in genetic disorders and congenital
anomaly syndromes. J Med Genet 1988; 25: 434-444.

Hall JG. The impact of birth defects and genetic diseases. Arch Ped Adolesc Med 1997;
151:1082-83.

Hofman KJ, Tambor ES, Chase GA, Geller G, Faden RR, Holtzman NA. Physicians’ knowl-
edge of genetics and genetic tests. Acad Med 1993; 68: 625-632.




Holmes LB, Driscoll SG, Atkins L. Etiologic heterogeneity of neural tube defects. N Eng J
Med 1976; 294:365-369.

Holmes LB. Minor anomalies in newborn infants. Am J Hum Genet 1982; 34: 94A.

Hudson KL, Rothenberg KH, Andrews LB, Ellis Kahn MJ, Collins FS. Genetic discrimina-
tion and health insurance: an urgent need for reform. Science 1995; 270: 391-393.

Ives EJ, Henick P, Levers MI. The malformed newborn—telling the parents. Birth Def
Orig Art Ser Vol XV, No. 5C, pp 223-231, 1979.

Jones KL. Smith’s Recognizable Patterns of Human Malformations, 5" Edition. W.B.
Saunders, Philadelphia, 1997.

Jones MC. Etiology of facial clefts: prospective valuation of 428 patients. Cleft Pal J
1988; 25 (1): 16-20.

Kalter H, Warkany J. Congenital malformations: etiologic factors and their role in preven-
tion (first of two parts). N Eng J Med 1983; 308 (8): 424-31.

Kalter H, Warkany J. Congenital malformations: etiologic factors and their role in preven-
tion (second of two parts). N Eng J Med 1983; 308 (9): 491-7.

Kempe A, Wise PH, Wampler NS, Cole FS, Wallace H, Dickinson C, Rinehart H, Lezotte
DC, Beaty B. Risk status at discharge and cause of death for postneonatal infant deaths:
a total population study. Pediatr 1997; 99(3): 338-344.

Kenen RH, Smith ACM. Genetic counseling for the next 25 years: models for the future. J
Genet Couns 1995; 4(2): 115-124.

Khoury MJ, Erickson JD, Cordero JF, McCarthy BJ. Congenital malformations and intrau-
terine growth retardation: a population study. Pediatr 1988; 82 (1): 83-90.

Klein D, Shive K. Delivering difficult news. Exceptional Parent, August 1996, pp 44-48.

Koh THHG, Cooper JE, Newman CL, Walker TM, Kiely EM, Blum Hoffmann E.
Pancreatoblastoma in a neonate with Wiedemann-Beckwith syndrome. Eur J Pediatr
1986; 145: 435-438.

Krahn GL, Hallum A, Kime C. Are there good ways to give “bad news”? Pediatrics 1993;
91 (3): 578-82.

Lapham EV, Kozma C, Weiss J. Genetic discrimination: perspectives of consumers. Science
1996; 274: 621-624.

Lebo RV, Cunningham G, Simons MJ, Shapiro LJ. Letter: Defining DNA diagnostic tests
appropriate for standard clinical care. Am J Hum Genet 1990; 47: 583-586.

Lebovitz RM, Pauli RM, Laxova R. Delayed diagnosis in congenital adrenal hyperplasia.
Am J Dis Child 1984; 138: 571 - 573.

Leppig KA, Werler MM, Cann CI, Cook CA, Holmes LB. Predictive value of minor anoma-
lies I: association with major malformations. J Pediatr 1987; 110: 530-7.

Lie RT, Wilcox AH, Skjaerven R. A population based study of the risk of recurrence of
birth defects. N Eng J Med 1994; 331: 1-4.




52

Lubinsky M. Neonatal assessment for anomalies and syndromes. Pediatric Basics #37, pp
4-7,1984.

Lubs ML. Does genetic counseling influence risk attitudes and decisionmaking? Birth Def
Orig Art Ser Vol XV, No. 5C, pp. 355-367, 1979.

Marden PM, Smith DW, McDonald MJ. Congenital anomalies in the newborn infant in-
cluding minor variations. J Pediatr 1964; 64: 357-71.

McCubbin HI, Patterson JM. Family adaptation to crises. In: HI McCubbin, AE Cauble and
JM Patterson, (Eds.), Family Stress, Coping, and Social Support, Springfield, I, CC
Thomas, 1982.

Merlob P, Sivan Y, Reisner SH. Anthropometric measurements of the newborn infant (27 to
41 gestational weeks). Ed. Paul NW. Birth Def Orig Art Ser 1984; 20(7): 1-52.

Mili F, Edmonds LD, Khoury MJ, McClearn AB. Prevalence of birth defects among low-
birth-weight infants: a population study. Am J Dis Child 1991; 145: 1313-8.

Myrianthopoulos NC, Chung CS, Bergsma D. Congenital malformations in singletons:
epidemiologic survey. Birth Def: Orig Art Series Vol X, No. 11, 1974, pp 1-58.

Nadler HL. Role of the general pediatrician in genetics. Ped in Rev 1981; 3(1): 4-12.

Nelson K, Holmes LB. Malformations due to presumed spontaneous mutations in newborn
infants. N Eng J Med 1989; 320: 19-23.

Nolan T, Pless IB. Emotional correlates and consequences of birth defects. Pediatrics
1986; 109 (1): 201-16.

Nyhan WL. Structural abnormalities: a systematic approach to diagnosis. Clin Symp 1990;
42(2): 1-31.

Olson J, Edwards M, Hunter JA. The physician’s role in delivering sensitive information to
families with handicapped children. Clin Pediatr 1987; 26: 231 - 234.

Opitz JM. Study of the malformed fetus and infant. Ped in Rev 1981; 3 (2): 57-64.

Opitz JM. What the general pediatrician should know about developmental anomalies.
Peds in Rev 1982; 3(9): 267-271.

Pauli RM, Scott CI, Wassman ER, Gilbert EF, Leavitt LA, Ver Hoeve J, Hall JG, Partington
MW, Jones KL, Sommer A, Feldman W, Langer LO, Rimoin DL, Hecht JT, Levobitz R.
Apnea and sudden unexpected death in infants with achondroplasia. J Pediatr 1984;
104: 342-8.

Pelz J, Arendt V, Kunze J. Computer assisted diagnosis of malformation syndromes: an
evaluation of three databases (LDDB, POSSUM and SYNDROC). Am J Med Genet
1996; 63: 257-267.

Ptacek JT, Eberhardt TL. Breaking bad news: a review of the literature. J Amer Med Assoc
1996; 276 (6): 496-502.

Reid CS, Pyeritz RE, Kopits SE, Maria BL, Wang H, McPherson RW, Hurko O, Phillips, JA,
Rosenbaum AE: Cervicomedullary compression in young patients with achondroplasia:
Value of comprehensive neurologic and respiratory evaluation. J Pediatr 1987;
110(3):522-530.



Rice DP, Hodgson TA, Kopstein AN. The economic costs of illness; a replication and up-
date. Health Care Finan Rev 7(1): 61-80.

Rollnick BR, Pruzansky S. Genetic services at a center for craniofacial anomalies. Cleft
Palate J 1981; 18 (4): 304-13.

Rose CS, Patel P, Reardon W, Malcolm S, Winter RM. The TWIST gene, although not
disrupted in Saethre-Chotzen patients with apparently balanced translocations of 7p21,
is mutated in familial and sporadic cases. Hum Mol Genet 1997; 6(8): 1369-1373.

Saal HM, Rosenbaum KN. Screening the newborn for anatomic and metabolic defects. Ped
Ann 1988; 17 (7): 467-76.

Scheuerle A. Facilitating diagnosis, prognosis and management: distinguishing isolated and
syndromic anomalies. J Craniof Surg 1994; 5 (4): 208-212.

Schimke RN. Genetic decision making and pastoral care: genetic counseling. Hosp Pract
1983; March: 35 - 40T.

Segal S. Ethical issues presented by children with congenital anomalies. Semin Perinatol
1992; 16 (6): 369-73.

Sever L, Lynberg MC, Edmonds LD. The impact of congenital malformations on public
health. Teratol 1993; 547-9.

Shapiro LR. Pitfalls in genetic counseling for childhood disorders: the pediatrician’s role.
Amer J Dis Child 1993; 147: 1253-4.

Sharp MC, Strauss RP, Lorch SC. Communicating medical bad news: parents’ experiences
and preferences. J Pediatr 1992; 121: 539-46.

Shokeir MHK. Managing the family of the abnormal newborn. Birth Def Orig Art Ser Vol
XV, No. 5C, pp. 199-222, 1979.

Shprintzen RJ, Siegel-Sadowitz V., Amato J, Goldberg RB. Anomalies associated with cleft
lip, cleft palate or both. Am J Med Genet 1985; 20: 585-595.

Shprintzen RJ. The implications of the diagnosis of Robin sequence. Cleft Palate Craniof
J. 1992; 29: 205-209.

Sikorski R, Peters R. Genomic medicine: Internet resources for medical genetics. J Amer
Med Assn 1997; 278 (15) 1212 - 1213.

Sillence DO, Barlow KK, Cole WG, Dietrich S, Garber AP, Rimoin DL. Osteogenesis
imperfecta type Ill. Delineation of the phenotype with reference to genetic heterogene-
ity. Am J Med Genet 1986; 23: 821-832.

Smith DW, Bostian KE. Congenital anomalies associated with idiopathic mental retarda-
tion. J Pediatr 1964; 65: 189-196.

Smithells RW, Newman CGH. Recognition of thalidomide defects. J Med Genet 1992; 29:
716-723.

Sorenson JR, Swazey JP, Scotch NA. Genetic counseling and its effectiveness, Chapter 6:
Genetic counseling and client reproductive plans. Birth Def: Orig Art Ser 1981; XVII
(4): 105-129.




Spranger J, Benirschke K, Hall JG et al. Errors of morphogenesis: concepts and terms. J
Pediatr 1982; 100: 160-5.

Tint GS. Cholesterol defect in Smith-Lemli-Opitz syndrome. Amer J Med Genet 1993; 47:
4:573-574.

Van Regemorter N, Dodion J, Druart C, Hayez F, Vamos E, Flament-Durand J, PerImutter-
Cremer N, Rodesch F. Congenital malformations in 10,000 consecutive births in a
university hospital: need for genetic counseling and prenatal diagnosis. J Pediatr 1984;
104: 386-90.

Waitzman NJ, Romano PS, Scheffler RM. Estimates of the economic costs of birth defects.
Inquiry 1994; 31: 188-205.

Walker AP. Genetic Counseling. In: Emery and Rimoin’s Principles and Practice of Medi-
cal Genetics, Ed., Rimoin DL, Connor JM, Pyeritz RE, New York, 1996, pp 595 - 618.

Wardinsky TD. Visual clues to diagnosis of birth defects and genetic disease. J Pediatr
Health Care 1994; 8: 63-73.

Warkany J. Congenital Malformations: Notes and Comments, Year Book Medical Publica-
tions, Chicago, 1971.

Weiss JO. Medical Genetics I: Support groups for patients with genetic disorders and their
families. Ped Clin No Am 1992; 39(1): 13-22.

Wenstrup RJ, Murad S, Pinnell SR. Ehlers-Danlos syndrome type VI: clinical manifesta-
tions of collagen lysyl hydroxylase deficiency. J Pediatr 1989; 115: 405-9.

Wilkie AOM, Amberger JS, McKusick VA. A gene map of congenital malformations. J
Med Genet 1994; 31: 507-17.

Wilson GN. The child with birth defects: medical diagnosis and parental counseling. Res
Staff Phys 1987; 33 (1): 96-102.

Wilson GN. Genomics of human dysmorphogenesis. Am J Med Genet 1992; 42: 187-96.

Winter RM. Recent molecular advances in dysmorphology. Hum Molec Genet 1995; 4:
1699-1704.

Witt DR, Hall JG. Approach to multiple congenital anomaly syndromes. Semin Perinatol
1985; 9: 219 ff.



